M. N., SINGLE, at home; born 1871. Family history: Her paternal grandfather and grandmother were cousins, and a great grandfather and great grandmother on the father's side were also cousins. Her paternal grandmother developed cataracts at the age of 40. Her father and mother were normal. A paternal uncle and a paternal aunt, both of whom died unmarried, developed cataracts before the age of 40. A paternal aunt and two of her children, one male and one female, all of whom I have seen, developed cataracts between the ages of 20 and 38, and show no myopathic wasting. The patient herself was one of two children, but by her mother there are two older half-sisters who are completely normal and her own sister is unaffected. As far as can be ascertained there is no family history of myopathy or neuropathy. Personal history: U,ntil the age of 31 her health was uniformly good and she was able to take part in outdoor games, dances, &c. In 1902, however, she developed bilateral cataracts and was operated upon by Mr. L. V. Cargill at the Royal Southwark Hospital; after the operation her sight returned with the use of high myopic glasses, and since that time has remained good. One day in 1903 or 1904, whilst at a dance, she noticed that her neck had become so weak that she could not bend it forward. Since that time she has complained of gradually increasing weakness in the muscles at the back of the neck -and progressive disability in supporting her head. At -the present time this weakness is so great that she cannot lift her head from the pillow without the help of her hands; she complains that " her head flops about." In the spring of 1908 she first found difficulty in walking and more especially in getting upstairs. Early in 1914 this weakness had become so great that she was unable to get up from a chair. About the same time she began to complain of feelings of "general tiredness and exhaustion after the slightest exertion with difficulty in speaking for a long time, and at times also of considerable difficulty in swallowing." Nevertheless she stated that this weakness was not mnuch greater at the end of the day than it was in the early morning after waking, and that the onset of the fatigue was not extremely rapid.
She was admitted to the Hospital for Epilepsy and Paralysis, Maida Vale, in December, 1914. At that time her weight was 7 st. 4 lb. She was generally wasted and her appearance was somewhat cachectic, but she was not anmeic. No physical signs of gross disease were discovered in the heart, lungs, vessels, or abdomen, and the urine contained neither albumin nor sugar. The Wassermann reaction was negative and there were no suggestions of venereal disease.
Her general muscular development is poor and her limbs are small. There is intense local wasting of the trapezii and sternomastoids and of all the deep muscles at the back of the neck on both halves of the body. Her head flops forward when she attempts to slightly flex her head. She is usually unable to lift her head forwards from the bed when it is lying on a pillow without the aid of her hands, but the degree of this weakness varies greatly from day to day. Voluntary rotation of her head on the neck is almost impossible.
All the muscles of the upper extremities are poorly developed, but their tone is not diminished. The small muscles of the hands are not more affected than the muscles of the forearms, and the extensor and flexor groups of muscles of the forearms are affected almost equally.
The deltoids, biceps, and triceps are fairly developed and moderately powerful. The serratus magnus muscles on both sides are small and weak, but more definitely so on the right side, and both scapule are winged. The latissimus dorsi and the lower portions of the pectorali-s major muscles on each side are wasted and defective in power. The supraspinati and infraspinati are relatively well developed. The levator anguli scapulae muscles are unaffected and act powerfully. The thoracic and lumbar portions of the erector spinae are not grossly affected and there is neither lordosis nor scoliosis. The abdominal muscles are well developed and the diaphragm acts normally.
All the muscles of the lower extremities are small and ill developed. The left buttock is smaller than the right, but all the gluteal muscles are definitely atrophic and weak. The left great trochanter is extremely prominent. The left quadriceps extensor and more especially its vasti portions are small and were, in December, 1914, so feeble in power that the patient whilst lying in bed was unable to hold her knee fully extended. Under inassage some power has now returned.
The right thigh is less affected than the left, but the thigh muscles on this side proportionately to the rest of the muscles of the limb are wasted. The adductors of the left side are smaller and less powerful than those of the right. The anterior tibial nmuscles are all grossly affected, but all these muscles act under volition and there is no footdrop. The left ankle can be dorsiflexed beyond a first angle. The small muscles of the feet are affected to a less degree than the other muscles of the lowe'r extremities.
No fibrillary twitchings have ever been witnessed and myotonic symptoms have never been observed. There is no local hypertrophy or pseudo-hypertrophy of any muscle.
To galvanism and faradism all the muscles react slightly; the responses, however, in the atrophied muscles are small and difficult to obtain. Jolly's myasthenic reaction has never been observed. Myasthenic symptoms cannot be demonstrated in any muscles of the trunk or extremities. She states that the power in the muscles of her limbs is feeble and that she easily tires.
The nails on the hands and feet are normal and the hair-follicles on the extremities unaffected. The skin over the hands and feet tends to be blue and presents a sodden appearance. To sensory testing no gross interferences can be discovered. The light touches with cotton-wool, the pricks of a pin, the vibrations of a fork (C -128), sizes, shapes, forms, weights, &c., are all well recognised and named. On both sides the knee-jerks are doubtfully obtained, but no ankle-jerks and usually no plantar responses can be elicited. Wrist-jerks and elbow-jerks are just present. The abdominal reflexes are present. The jaw-jerk cannot be obtained. The ocular and pharyngeal reflexes are normal. The left knee-joint shows a condition of genu recurvatum. At times, in the past, she has complained of some difficulty in holding her water and motion; this, however, has never been very definite and whilst the patient has been under observation has not been present.
The pupils react normally to light and to accommodation. Both upper eyelids tend to droop, but ptosis is not definitely present. Ocular movements are well carried out. She has never suffered from diplopia or squint and nystagmus is absent. Cataracts have been removed from both eyes. The face is thin, angular and flat; its movements are of full range and symmetrical. She can blow out her cheeks. The masseter and temporal muscles are small, but contract powerfully. The tongue is well developed; it can be protruded straight and held steadily. The movements of the palate and larynx are normal. At times she has had some difficulty in swallowing and says that she easily tires with talking; since December, 1914, however, these symptoms have not been troublesome. No myasthenic weakness of the tongue can be demonstrated. The special senses are unaffected; vision with glasses for her myopia is fair. Taste, smell, and hearing are normal.
She is well informed, contented, attentive, and not emotional. Memory is good. Her voice is nasal in tone. She sleeps well and suffers neither from headache nor from attacks of vomiting. There is no evidence of disease in the thyroid, thymus, pituitary or adrenal glands.
This case raises four interesting problems: (1) The differential diagnosis beween myopathy and myelopathy; (2) the question as to whether myotonia atrophica can be diagnosed in the absence of any myotonic symptoms; (3) the familial and hereditary relationships between myotonia atrophica and cataract; (4) the relation of myasthenia gravis to myotonia atrophica.
The distribution of the muscular wasting in this patient is myopathic in type. The muscles chiefly involved are the sternomastoids, trapezii, deep muscles of the neck, serratus magnus, latissimus dorsi, supraspinati, glutei, vasti, and anterior tibial muscles, and to a less extent the muscles of the forearms. The cheek muscles are certainly involved and I think that the facial muscles are also slightly affected. This distribution of atrophy is similar to that seen in cases of myotonia atrophica, except that the deep muscles of the neck are more atrophic than they have been in any case of myotonia atrophica of which I have seen any record. Fibrillary twitchings, hypertrophy, and myotonic symptoms have never been observed. Can myotonia atrophica be diagnosed in the absence of myotonic symptoms? If this question can be answered in the affirmative I think that this patient is a case in point.
The patient when she first came under observation complained that the muscles associated with deglutition and articulation easily tired, but said that this rapid fatigue did not affect her neck or extremities. Was this weakness of the same nature as that which occurs in cases of myasthenia gravis?
As far as I have been able to ascertain, the frequent association of familial and hereditary cataracts with muscular wasting amongst the myopathies only occurs in myotonia atrophica. Greenfield [3] first recorded this association; in the family recorded by him seven cases of cataract and four of myopathy occurred in three generations. Hoffmann [5] in 1912 analysed the cases of myotonia atrophica recorded in the literature up to that date and found that in 10 per cent. (eight out of eighty) cases of myotonia atrophica this association had occurred. He noted that there were families in which some members showed cataract without myotonia atrophica, other members myotonia atrophica without cataract, and still others both myotonia atrophica and cataract. This association of i-yotonia atrophica and cataract has also been recorded by Ormiond [7] , Obendorf and Kennedy [6] , Tetzner [8] , Hirschfeld [4] , myself [2] , Bramwell and Addis [1] , and seems to me to form additional ground for classifying this case amongst those of myotonia atrophica.
